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Background 

Epidermolysis bullosa dystrophica is a rare genetic disease 
involving skin fragility, resulting in blistering of the skin 
either spontaneously or following minor skin contact, or 
trauma. Mutations in COL7A1 gene are associated with 
all forms of dystrophic epidermolysis bullosa. The gene 
which is present on the short arm of chromosome 3, 
codes for a protein called Collagen alpha- 1 (VII) chain 
which functions as an anchoring fibril between the exter- 
nal epithelia and the underlying stroma. The aim was to 
examine a de novo Mutation in Gene causing Epidermoly- 
sis bullosa dystrophica in a thirty year old female patient. 

Materials and Methods 

The case of a thirty-year-old female patient was analyzed. 
The patient had vesiculobuUous lesions, peeling of skin on 
pressure, milia formation and dorsa of both hands. Liche- 
nified lesions with few fresh bullae were present over the 
knees and elbows. The histopathological examination was 
carried out for skin biopsy samples. For the molecular ana- 
lysis, a sequence study of exons 73 to 75 of the COL7A1 
gene was conducted. 


73 of the COL7A1 gene. Interestingly, the patient had 
no family history of the disease indicating that the 
mutation was de novo. 

Conclusion 

It is one of the rare examples of a patient who was het- 
erozygous for the mutation with dominant type of EB 
dystrophy. 
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Results 

The histopathological examination of the skin biopsy 
revealed separation of epidermis at dermoepidermal 
junction along with acanthosis, hyperkeratosis and focal 
parakeratosis of the overlying epidermal layer. Dermis 
revealed moderate inflammatory cell infiltration. The 
immunofluorescence study was negative for IgG, IgM, 
IgA and C3. These findings were consistent with clinical 
diagnosis of EB Dystrophica. 

Molecular Analysis showed that the patient was het- 
erozygous for C.6712 G>A (p.G2043R) mutation in exon 
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